The parents come from a large kindred where marriages between blood relatives are common, they themselves being first cousins. They, however, are healthy and free of any one of the signs characteristic ofthe syndrome. No one else in the family is known to be so affected.
The family have lived in Ankara for some years. The propositus, E.A., bom in 1962, is the first female child of a sibship of three who all proved to be affected. The mother and father were 22 and 24 years old, respectively, when she was bom, and there was no history of abortion or stillbirth. When first seen she was still unable to walk or to speak, and her skin had been ichthyosiform since birth.
On physical examination she was generally found to be in good health; but she could not walk, and even standing was impossible without support. Her height was 91 cm. and weight 15-2 kg. Growth was uneventful; but pes equinovarus developed, apparently secondary, and subnormality became evident. Her speech consisted of only a few words. The degree of mental retardation precluded intelligence tests. The skin was ichthyosiform (Fig. 2) Minor abnormalities seen in some heterozygotes (Selmanowitz and Porter, 1967) have not been observed by us.
To relate the Akar kindred living at Konya villages to any documented family or ancestry is impossible; but there is no doubt that they are of Anatolian extraction. This supports the suggestion that the mutation to the abnormal allele has occurred several times and in different populations (Blumel et al., 1958) . On the other hand, the mutation could have occurred many generations ago, even before the ancestors reached Turkey, and, there being so many consanguineous marriages, cases could have occurred in previous generations. Summary A Turkish family with three children is reported. All three sibs, two female and one male, are affected with the Sjogren-Larsson syndrome, an autosomal recessive condition. The parents who are first cousins are normal. Investigations did not disclose any metabolic defect underlying the disease.
